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The Genetics Home Reference is the National Library of Medicine's web site for 
consumer information about genetic conditions and the genes responsible for 
those conditions.  The language is written at the high-school level -- for those 
who remember some of their high school biology course. 

Genetics Home Reference contains:  

 Genetic Condition Summaries 
 Each summary explains the condition's genetic cause and pattern of 

inheritance.  

 Gene Summaries 
 Each summary provides the official name and symbol of a gene, its 

chromosomal location, and an explanation of its normal function and how 
mutations in the gene cause particular genetic conditions.  

 Help Me Understand Genetics 
 This document provides a basic explanation of how genes work and how 

mutations cause disorders. It also includes current information about genetic 
testing, gene therapy, and the Human Genome Project. 

 Glossary 
 A searchable glossary to find definitions of genetic and medical terms is 

available from every web page. In addition, each summary provides a list of 
glossary terms used on the page, with a direct link to their definitions. 

 
The health topics selected for GHR are the most common ones in MedlinePlus 
that have a genetic component.  At this point only conditions caused by 
mutations in genes are included.   Conditions caused by duplicated, missing, or 
rearranged chromosomes, will be summarized at a later date. 
 
Genetics Home Reference is a service of the U.S. National Library of Medicine, 
part of the National Institutes of Health 
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Note that on the home page, the menu in the header is somewhat the same as 
the menu on the left and center of the page.  On subsequent pages, the left 
menu changes, while the menu in the header does not. 
 

 
 
 
Help Me Understand Genetics 
 
Written for the layperson, Help Me Understand Genetics is a small online “book” 
that carefully explains genetics starting with “What is a Cell?”  Excellent linked 
illustrations make this book even easier to understand.  The illustrations open in 
a small separate window so you can read and look at the illustrations at the same 
time. 
 

 
 
There is even a printable version of the book, which includes the illustrations 
within the text.   
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Searching Genetics Home Reference 
 
Genetic Conditions and Genes can be searched two ways.  They can be 
browsed or searched by keyword. 
 
Keyword search: 
 
Keyword search is probably best if you aren’t sure what you are looking for, or if 
you want as much information as possible. 
 

• You can type any word or phrase that is relevant to your search in the box 
in the center of the page.  For example “forgetfulness” will take you to the 
page that has that term in its text, in this case “Alzheimer Disease.”   

• When using Boolean terms in the search, be sure to use uppercase 
letters. 

• If you want a search to contain an exact match to a word (e.g. to match 
“balding,” but not “bald” or “baldness), use the “plus” symbol: +balding. 

 
Browse search: 
 
The browse search can be used for both Genes and Conditions.  Browsing can 
be done by Name, Category, or (in the case of Genes) Symbol. 
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Search Results 
 
Genetic Conditions 
 
Clicking on a particular genetic condition will link you to a page with a great deal 
of information 
 

 
 
Quick links on the left lead you to established websites in a variety of locations.   
 
 
At the bottom of the page are links to the glossary on specific words that will help 
with understanding the particular condition that is being researched. 
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Genes 
 

 

 
 
Note that when explanations require knowledge of genetics, the links refer you to 
the chapter in Help Me Understand Genetics that will explain that aspect of 
genetics. 
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Resources and Patient Support 
 
Resources include: 

• News from the CDC, Genome News Network, and MedlinePlus 
• Educational sites about genetics from government and educational 

agencies. 
• Sites specifically about the Human Genome Project 
• Medical and Genetic Data resources for health professionals and 

researchers. 
 
The Patient Support section has links to  

• Genetic Alliance, which has a tool for creating a family history 
• Children and Adolescents with Special Care Needs in Maternal and Child 

Health Library 
• The National Organization for Rare Disorders, which has a free index of 

rare diseases with general descriptions, and support organizations. 
• Links to support organizations by genetic condition. 

 
Glossary 
 
The glossary has simple definitions of words found in Genetics Home Reference.  
The sources for the definitions are found at the bottom of the page. 
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If you spell the word incorrectly, the glossary will attempt to find the correct word 
for you. 
 

 
 
 

Sponsorship: 
 

The Genetics Home Reference is a service of the U.S. National Library of 
Medicine, part of the National Institutes of Health, an agency of the Department 

of Health and Human Services. The project team includes board-certified medical 
geneticists, biologists, and computer and information scientists. 
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Practice Questions 
 
 
 
 

1. How do you get a genetic mutation? Do they come from the sun’s 
radiation, like in Mutant X? 

2. Can you inherit Lou Gehrig’s disease? 

3. I need to know the history of the study of genetics to back up my 
science project on the Human Genome Project.  Do you know where I 
can find something? 
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